The LDL receptor defect in familial hypercholesterolemia. Implications for pathogenesis and therapy.
Familial hypercholesterolemia results from one of several genetic defects in a cell surface receptor that normally controls the degradation of low density lipoprotein. The clinical and genetic features and the pathophysiology of these defects are discussed. Knowledge of the regulation of LDL receptors in the liver can be exploited in the design of a physiologically rooted therapy for familial hypercholesterolemia.